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Recent Progress and Activities
ÅHemoglobin H (Hb H) Disease

ÅPreliminary review submitted in January 2009

ÅPresentation today limited to published materials

ÅKrabbe Disease

ÅFinal report presented in September 2009

ÅRevised final report submitted in December 2009

ÅManuscript undergoing clearance review; will be 
submitted to Genetics in Medicine

ÅOverview paper describing ERG process in press at 
Genetics in Medicine, as well as brief summaries of 
three final reports
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Hb H Disease Overview

ÅInherited hemoglobinopathy, type of 

alpha-thalassemia

ÅCaused by deletions and/or nondeletional 

mutations of 3 of the 4 Ŭ-globin genes

ÅVariable clinical course

ÅSymptoms include anemia, 

hepatosplenomegaly, cholelithiasis, or 

growth retardation 

ÅCertain mutations associated with worse 

health outcomes


